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La delezione 22: le pietre miliari 

• 1965 – DiGeorge Syndrome 
 
 
• 1976 – ConoTruncal Anomaly Face 
 
 
• 1978 – Velocardiofacial Syndrome 

 
 

• 1981 –   
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Lancet 1983; 321: 551-5 
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Ann Génét 1989;32:92-96 
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Delezione 22q11.2 

• Diagnosi clinica 
 
 
 
 
 
 

• Diagnosi genetica 
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Del22: contributi clinici - 1 

Am J Med Genet 1994; 53: 303-304 
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Del22: contributi clinici - 2 

Am J Med Genet 1995; 55: 513-514 
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Del22: contributi clinici - 3 

J Med Genet 1997; 34: 942-944 
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Del22: contributi clinici - 4 

J Med Genet 1997; 34: 798-804 
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Del22: contributi clinici - 5 

J Med Genet 1999; 36: 137-9 
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Del22: contributi clinici - 6 

Br J Audiol 1999; 33: 329-334 
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Del22: contributi clinici - 7 

Genet Med 2001; 3: 30-3 
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Del22: contributi clinici - 8 

Am J Med Genet 2003; 121A: 286-8 
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Del22: contributi clinici - 9 

Clin Genet 2003; 64: 447-8 
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Del22: contributi cardiologici 
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Ann Thor Surg, 2006; 81: 968-75 

JTCVS 2009;138:565-570 

Del22: risultati cardiochirurgici 
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Hum Molec Genet 1997; 6(2): 259-265 

17 www.aidel22.it - segreteria@aidel22.it 10/11/2013 



18 www.aidel22.it - segreteria@aidel22.it 10/11/2013 



19 www.aidel22.it - segreteria@aidel22.it 10/11/2013 



Roma 3-5 luglio 2009 
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AIdel22: congressi italiani 2003-2012 
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Molecular Characterization of Chromosome 22 Deletions by 
Short Tandem Repeat Polymorphism (STRP) in Patients with 
Conotruncal Heart Defects 
 
 
Simona Vittorini, Monica Sacchelli, Maria R. Iascone, Anita Collavoli, Simona Storti, Andrea 
Giusti, Giovanna Andreani, Nicoletta Botto, Andrea Biagini, Aldo Clerico 
 
 
Laboratorio di Biologia Molecolare, IFC-CNR, Ospedale G. Pasquinucci, Massa, Italy 

Clin Chem Lab Med 2001; 39: 1249-58  
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Vaccine 2005; 23: 1668-1671  
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Exp Brai Res 2006; 173: 322-333 

Epilepsy, Neurophysiology and Neurogenetics Unit, Division of Child Neurology and Psychiatry, 
University of Pisa and Research Institute Stella Maris Foundation, Calambrone, Pisa, Italy 
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Clin Dismorph  2008; 17: 13-7 

 

Medical Genetics, Department of Molecular Biology, University of Siena, Siena, Italy 
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Clin Endocrin 2010; 72: 839-844  
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Del22: Linee guida internazionali 

J Pediatr 2011;159:332-339 
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Del22: Linee guida internazionali 
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Del22: Studio multicentrico italiano 
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Del22: Progetto Adolescente-Adulto 
Policlinico Umberto I – Università La Sapienza, Roma 

• Cardiologo  
• Genetista clinico 
• Psichiatra 
• Endocrinologo 
• Neurologo 
• Immunologo 
• Gastroenterologo 
• Otorinolaringoiatra 
• Urologo/Ginecologo 
• Ortopedico 
• Oculista 
• Dermatologo 
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